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Kodaira, Tokyo 187-8502, Japan, goto@ncnp.go.jp 
SO Mitochondrion, (2003) Vol. 2, No. 4, pp. 293-304. . 
Refs: 34 

ISSN: 1567-7249 CODEN: MITOCN 
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DT Journal; Article 
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AB A novel mitochondrial DNA point mutation, a C-to-A mutation at nucleotide 
position (np) 11,777, was identified in two unrelated patients out of 100 
with Leigh syndrome. This mutation converted a highly evolutionary 
conserved arginine to a serine at codon 340 in ND4 
gene. This codon was also converted by a G-to-A mutation at np 
11,778, the most common mutation associated with Leber's hereditary optic 
neuropathy (LHON) , but the amino acid replacement was different 
(R340S vs. R340H) . Cybrid study revealed that the percentage of 
heteroplasmy was correlated with complex I function and that the novel 
mutation caused a much more deleterious effect than the np 11,778 
LHON mutation in complex I activity. .COPYRGT. 2003 Elsevier 
Science B.V. and Mitochondria Research Society. All rights 
reserved. 
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